Supplementary Figure 1 (A) Immunocytochemistry for collagen VI on cultured fibroblasts (nonpermeabilised), derived from skin biopsies from a control patient (without neuromuscular disease), the proband and his mother; red = collagen VI; blue = DAPI nuclear stain to demonstrate cell density; measurement bar = 100 µm. The matrix in the proband and his mother is disorganized in appearance. (B) Flow cytometry analysis quantifying collagen VI expression in the cultured fibroblasts (nonpermeabilised) from the control patient (same control studied immunocytochemically, above), the proband and his mother. Collagen VI expression recorded in the proband (32.2%) and his mother (52.6%) is notably decreased when compared to the control (88.6%).
